The h e p a t i t i s associated w i t h AlAT d e f i c i e n c y i s no l o n g e r considered an i n v a r i a b l y f a t a l d i s o r d e r . For some p a t i e n t s p o r t a l hypertension may be t h e major determinant o f s u r v i v a l . The few r e p o r t s o f porta-systemic venous anastomoses have shown poor r e s u l t s o r u n c e r t a i n outcome, and doubts e x i s t as t o whether such shunts should be performed. Two p a t i e n t s w i t h AlAT d e f i c i e n c y (PiZZ) and associated p o r t a l hypertension, c i r r h o s i s (proven by b i o p s y ) and hypersplenism underwent spleno-renal shunt and splenectomy s i x years ago, and both a r e doing w e l l , a t t e n d i n g school, and have p r a c t i c a l l y normal l i v e r f u n c t i o n . One o f t h e p a t i e n t s has c h r o n i c vere headaches, d i a r r h e a , exudative enteropathy (20% o f CrS7-label l e d a1 bumin recovered i n s t o o l s i n 4 days), s i n u s i t i s and hematuria, a l l uncommon i n AlAT d e f i c i e n c y b u t l i k e l y r e l a t e d t o t h e primary d i s o r d e r . She a l s o has a h i g h e r t r y p s i n i n h i b i t o r y c a p a c i t y (0.45 mg t r y p s i n i n h i b i t e d l m l serum) than i s g e n e r a l l y r e p o r t e d i n ZZ i n d i v i d u a l s . Based on t h e experience w i t h these two p a t i e n t s , we conclude tha' AlAT d e f i c i e n c y i s n o t a v a l i d c o n t r a i n d i c a t i o n t o t h e performance o f a porta-systemic shunt.
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Two pregnancies a t r i s k f o r Wolman's disease (WD) were monit o r e d by q u a n t i t a t i v e assays and e l e c t r o p h o r e s i s o f lysosomal a c i d l i p a s e (LAL) i n c u l t u r e d amniotic f l u i d c e l l s . f i l l s from case I had l e s s than 5% o f c o n t r o l LAL a c t i v i t y w i t h C -t r io l e i n as substrate, b u t showed 30-353 o f c o n t r o l LAL a c t i v i t y when measured w i t h e i t h e r 4 -m e t h y l u m b e l l i f e r y l o l e a t e o r pn i t r o p h e n y l m y r i s t a t e as s u b s t r a t e .
E l e c t r o p h o r e s i s o f c e l l s from case I revealed t h e absence o f band A o f LAL. A f t e r t e rm i n a t i o n o f t h e pregnancy, r e s u l t s o f t h e a n a l y s i s o f f e t a l t i s s u e s were c o n s i s t e n t w i t h t h e d i a g n o s i s o f WD. C e l l s from case I 1 had normal l e v e l s o f LAL a c t i v i t y w i t h a l l s u b s t r a t e s t e s t e d and revealed a normal e l e c t r o p h o r e t i c p a t t e r n o f LAL. These r e s u l t s suggest t h a t t h e use o f s y n t h e t i c substrates t o q u a n t i t a t e LAL i n t h e c u l
p a r t by NIH g r a n t HL 18723, NF g r a n t 6-80 and AHA g r a n t 76-768). O f t h e 7 pregnancies n i t o r e d , 1 a f f e c t e d hemizygote, 1 normal male and 2 heterozyus ( h e t ) and 2 normal female f e t u s e s were diagnosed 3 days a fd 10X h i g h e r l e v e l s o f GL-3 i n AF, and was Y-chromatin p o s i t i v e ch Dx was confirmed by enzyme and karyotype analyses i n CAC. e a f f e c t e d pregnancy was t e r m i n a t e d and t h e Dx documented by iochemical and u l t r a s t r u c t u r a l s t u d i e s . P o s t n a t a l s t u d i e s con- r e s s i o n ( t r a n s c r i p l o 3lus trans1ation)may be l e s s t h a n one molecule o f Hb S p e r 10 nolecules o f HbA synthesized. We a r e c u r r e n t l y determining
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rhether t h e r e a r e d e t e c t a b l e q u a n t i t i e s o f Hb S i n bloods o f AA , Dean J. Danner, and Louis J. Elsas, 11.
School of Medicine, Dept. of Pediatrics, DiviGenetics, Atlanta, Georgia 30322. in alpha-ketoacid dehydrogenase (BCKAD) is locatec n the mitochondria1 inner membrane and oxidatively decarboxyates the branched chain alpha ketoacids. It is presumably a tienzyme complex whose function is impaired in the inherited sorder Maple Syrup Urine Disease. However, neither the subit composition nor the defective component in Maple Syrup ine Disease has been identified. We have partially purified KAD from bovine liver mitochondria. It decarboxylates all 3 anched chain alpha ketoacids, has a maximum MW of 2.0 x lo6 d minimum MW of 2.5 x 105 Daltons. It exhibits a typical flaoprotein spectra, and will reduce oxidized lipoamide with NADH substi-ate. To characterize this lipoamide dehydrogenase ) immunologically, antibodies were produced against porcine in rabbits and isolated by ion exchange chromatography.
monospecific IgG fraction completely inhibited porcine LAD tivity at a 64:l ratio. On Ouchterlony double diffusion gels single precipitant band of identity was found between the
